'7 (62) HOA6pb 2012 T.

H0.B. TAMOLLEHKO, H.B. PbIJIOBA

MPAKTUHECKAA MEOMLINHA ‘\}\‘j 41

YOK 616.37-053.2:616.233-008.8

Ka3aHCKU rocyapCTBEHHbI MeLULUHCKNIA YHUBEPCUTET

CoBpemeHHble NpeACTaBneHNs O NATONOruM
NoAXeNyHAO4YHOM Xenesbl Y feTen

C MYKOBUCLIUO,O30M

acnupaHT kadheapbl rocnuTansHom neguatpum ¢ kypcamu MM u M40
420039, r. KasaHb, yn. Bocctanus, a. 62, kB. 74, Ten. 8-927-415-36-95, e-mail: julia-ll@rambler.ru

I Tumowenko HOnus ButanbeBHa

Cmampbsi nocesuweHa 00HOMY U3 2eHemu4YecKkux 3abonesaHuli — MyKogucyudo3y (3muosnoaus U namozeHe3) U COCMOSIHUK M00-
JKeryOoyHoU Xxefe3bl Npu amom 3aboniegaHuu - MexaHU3Mbl MOPaXeHUsl, 80NPOCkl OUagHOCMUKU.
Knroyeesnle ciioga: demu, Mykogucyudos, nodxesy0oyHasi xenesa.

J.V. TIMOSHENKO, N.V. RYLOVA
Kazan State Medical University

Modern views on the
in children with cystic

thhology of the pancreas
ibrosis

The article is devoted to one of the genetic diseases - cystic fibrosis (etiology and pathogenesis) and state of pancreas in this

disease — mechanisms of destruction, diagnostic issues.
Keywords: children, cystic fibrosis, pancreas.

MykoBucunao3s (MB) unm knctocombpo3 noaxenyaoyHon xene-
3bl — 04HO 13 Hanbonee YacTbiX ayTOCOMHO-PELIECCUBHBIX Hacnea-
CTBEHHbIX 3a60neBaHuin, pacnpocTpaHEHHbIX cpeau npeacTaBuTe-
el eBpOMNencKon pachl, KOTOPOE ABMAETCS akTyanbHON NPUYMHON
3aboneBaeMoCTu 1 CMEepPTHOCTU cpeaun aeten n nogpocTkos [1].
MykoBM1CLMA03 MHTEHCUBHO U3YYaETCS Ha NPOTSXKEHNN HECKOSbKMX
[AECsATKOB NeT crneumanucTamy pasnuyHbiX HanpaeneHuid, B TOM
yucne u B Poccuu, Ho MHTepec k npobrnemam faHHoro 3abonesaHust
He ocnabesaer.

Mo paHHbIM nNuTepatypbl, B cTpaHax EBponbl u CeBepHon
Amepukn 3abonesaemoctb MB coctaensiet 1 Ha 2000-5000 HoBo-
poXAeHHbIX [2]. SnnaeMuonornyeckne nccnefoBaHus no Yactote
MB B Poccun yctaHoBunu yactoty ot 1:3860 HOBOpOXAEeHHbIX [3]
0o 1:12300 [4]. PesynbraThl HeOHaTanbHOro CKpMHUHrA Ha MB 3a
5 net nokasanu, 4to Yyactota MB B P® cocTtaBnsieT 1 Ha 10 ThbIC.
HOBOpOXAeHHbIX [5]. AaHHble PAMH cBuaetenbcTByloT 0 60-
nee Hu3kow 4yactote MB u3-3a BNUSHWSA CMeLLeHNs CraBAHCKON
N (pMHHO-yropckon nonynsaumm B xoae GOPMUPOBAHUS PYCCKON
HapogHocTy [2].

MyKoBMCLMO03 paHee cHMTancs UCKNIoYMTENbHO NeanaTpuye-
ckon npobremow, Ho cenvac, brnarogapsi CoBpeMeHHbIM MeToAam
AMarHoCTUKK, yny4lumnacb cuctema noMoLwy 6onbHbIM, 3Hauu-
TEMbHO BO3pOCIa MPOrHo3npyeMocTb 3aboneBaHusl U KayecTBO
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XKM3HM NauneHToB. BonbHble AOCTUrAOT 3penoro Bo3pacTta v npu
3TOM MOTYT BECTM 0ObIYHbIN 06pa3 13HWU, Mano oTnMYarLnics
OT CBOMX CBEPCTHUKOB.

MmetoTtcsa gaHHble, 4to B 1938 1. 70% GonbHbIXx MB norntanu Ha
nepeom rogy xusHn. B 1996 r. cpegHas NpogomKUTENbHOCTD XXNU3HN
6onbHbIXx MB B CLUA 1 ctpaHax 3anagHon EBponbl coctaBuna 29
net. B Poccuun gaHHbIN nokasaTternb Ha TOT MOMEHT — nnLlb 16-18
net [1]. B 2009 r. B cTpaHax C BbICOKMM 9KOHOMUYECKUM YPOBHEM
CpenHsis NPOJOIMKMUTENBHOCTL XM3HM 6omnbHbIX MB npmnbnusunace
k 40 rogam. MegnaHa BbhxmBaemMocTu 6onbHbix MB B PO npogon-
XaeT pacTu Kaxabln rog n coctaenseT Ha 2012 r. (gaHHble HAU
nynsmoHonorun ®MBA Poccumn) B Mockse n MockoBckon obnactu
35 ner, B CaHkT-leTepbypre — 30 net [5]. B HacTosiwni MOMEHT
cpeaHsist NPOAOMKUTENBHOCTL XM3HM BonbHbIX MB, poXAeHHbIX
B 2007-2008 npubnuxaetcs k 50 rogam. Mo aaHHbIM Poccuinckoro
peructpa 6onbHbIX MB, cpeaHun Bo3pacT Habntogaembix B 2009 T.
coctasun 10,2 net (MnH.=0,09 neT; makc.=51,99 neT), B TO Bpemsi
KaK B 93KOHOMUYECKM pa3BUTbIX CTpaHax EBponbl AaHHbI nokasa-
Tenb coctaBun 18-21 rog. Mo gaHHbIM psiga aBTopoB, B Poccumn
79% npoueHTOoB 60nbHLIX Monoxe 18 net. MeanaHa Bo3spacTa
NnocTaHoBKW Ha y4eT 7,2 + 0,43 ner [6].

C 2006 r. B Poccum 6bina BHegpeHa rocyaapcTBeHHas nporpam-
Ma 06513aTeNbHOr0 HeOHaTaNbHOrO CKPUHMHIA HAa MYKOBUCLMA03
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(Mpuka3 M3 n CP Ne 185 «O maccoBom 06crnegoBaHny HOBOPOXK-
[OEHHbIX AeTen Ha HacneacTBeHHble 3abonesanusa» ot 22.03.2006).
Takum o6pa3om, BBegeHNe MacCcoBOro HEOHaTaNbHOrO CKPUHMHIa
[Aano BO3MOXHOCTb paHHeMY BbISIBMEHUIO GOMNbHbIX M Ha3HAYEHUI0
CBOEBPEMEHHOr0 feyeHusi. B pasBuThbIx cTpaHax B nocrneaHve rogbl
oTMevaeTcs pocT uncna 6onbHbix MB nogpocTkoBOoro, OHOLLIECKOTO
BO3pacTa 1 B3pOCTIbIX, YTO CBMAETENLCTBYET O NOCTENEHHOMN TPaHC-
dopmauun 13 6e3ycnoBHO eTanbHoro 3aboneesaHust 4ETCKOro
BO3pacTa B XPOHUYECKYIO NaTONOrnio B3POCHbIX.

WcTopus BbiSIBNIEHNS1 MyKOBUCUMA03a KaK CaMOCTOSITENbHOM
Ho30r10rnyecko hopMbl CBSI3aHa C U3y4eHUEM rpyMrbl XPOHUYe-
CKMX HapyLleHun yHKUMKn kuwedHuka. D. Andersen ns getckon
BonbHULbLI Hbto-Mopka B 1943 1. 6bina nepebIM BpayoM, OnMcas-
UMM AaHHoe 3aboneBaHne Kak MykoBMcUMAo3 [7].

B nocnepgHee BpeMsi CTpEMUTENBHO PacTyT Hay4Hble NPEACTaB-
nexHusi o MB, MmexaHn3Me ero pa3BuTUsi Ha KNETOYHOM U MOJIeKy-
NAPHOM YpoBHSX [1]. N3BECTHO, 4TO MyKOBUCUNO03 pa3BUBaETCA
B pesynbrate MyTauun B reHe, KOTOPbI pacnonoXeH Ha AJIMHHOM
nrneye cegbMo XpOMOCOMbI B 06r1acTv 31 NpOTAXEHHOCTBIO OKO-
no 250 T.n.H. n BknovaeT 27 3K30HOB, U OTBEYAET 3a CTPYKTYpY
n cpyHkumm 6enka. Nen CFTR 6bin ngeHtudgmumposaH B 1989 .
B pesynbTaTe reHeTU4ecKoro aHanmsa v no3vUMOHHOTO KIIOHMPO-
BaHus [8].

[aHHbI 6enok HasbliBaeTcs TpaHCMEMOpaHHbIM PerynaTopom
nposogumocTn (CFTR - cystic fibrosis tansmembrane conductance
regulator) n pacnonoxeH B anvkanbHOM YacTW anUTenuanbHbIX
KINEeTOK, BbICTUNAIOLMX BbIBOAHbIE NMPOTOKW MOMKENYAOYHOW Xe-
nesbl, KULWeYvHrKa, GpOHXONErovyHon cMcTeMbl, YyporeHUTanbHoro
TpakTa, OH PerynupyeT anekTPONUTHBIV (XNOpUAaHbIA) 0OMeH mexay
3TUMM KNETKaMM U MEXKNETOUYHOM XUOKOCTbIo [9]. YXKe nepBble
LMTONOrMYECKME 1 3NeKTPon3nonornieckme nccneqoBaHus no-
3BONWUMAN OBHAPYXWUTb, YTO CPEAHEE YMCNO «XIOPHLIX» KaHanoB
Ha anukanbHbIX MembpaHax KneTok y 6onbHbIXx MB 1 y 300poBbix
NpUMEepPHO OAUHAKOBOE, HO OHW (PYHKLIMOHAMBHO HEMOSTHOLEHHbI.
Mpy HapyleHun TpaHCMopTa MOHOB XJlopa Yepes anukasbHY
MeMbBpaHy KNneToK anuTenns yeenuunsaeTcst peabcopbums MoHoB
HaTpuWs XeneancTbiMU KNeTkaMu, HapyLlaeTcsl 3aNeKTPONnUTHbIN
COCTaB ceKkpeTa W BbIAeNnsieTcsl CeKPEeT MNOBbILLIEHHOW BA3KOCTU.
CFTR okasblBaeT Takke AeNCTBME Ha PYHKLUMIO anbTepHaTUBHbIX
«XJIOPHBIX» KaHaNoB KMNETKW.

Takvum 06pa3om, NepBUYHBIM (N3MONOTMYECKUM OEDEKTOM NpU
MB siBnsieTcs CHUXXeHMe NPOBOAMMOCTU MOHOB XIopa Ha anvkarb-
HOW NOBEPXHOCTK anuTenusi. B npoTokax NoToBbIx xene3 gaHHoe
CHWXeHVe BblpaxaeTcsi B HeJocTaToyHoln peabcopbumnm MoHoB
Xriopa npv ABWXEHUM NnoTa BOOMNb NPOTOKOB, YTO obycrnasnuBaeT
YBEMUYEHUM KOHLIEHTpaLmm xropa B noTe. JTOT dakT nonyyun npu-
MeHeHwue B guarHoctuke MB — onpegeneHun xnopuaos NOTOBOW
Xugkoctu. B anutenun gbixatenbHbIX NyTew, Kak U B APYrnX 3K30-
KPUHHBIX >Xene3ax opraHnama, npy MB Habnogaetcst HapyLueHue
(CHWXEeHWe unu oTCyTCTBME) CEKPELIMM MOHOB Xropa. MexaHu3mbl
AevctBus Gerka [0 KOHLA He BblsiCHeHbI. HapyLueHue TpaHcnopTa
MOHOB Xopa NpUBOAUT K UBMEHEHWIO MPOHMULL@EMOCTM MeMBpaHbI
Ans MoneKyn BoAbl U, Kak crefcTBume, K gervaparaumum — CrylleHuo
BblaensieMoro cekpeta. 3HauntenbHoe konnyectso CFTR HavigeHo
B NOOXKeNyao4HOM Xernese 1 Cy6MyKo3HbIX Xenesax 6poHxmansHo-
ro AepeBsa, 3TO MokasblBaeT, YTO B HaMbonbluen Mepe cTpagaroT
nuwieBapuTenbHas 1 gpixatenbHas cuctemsl [5].

MmetoTcs gaHHble, YTO € MOMeEHTa kapTupoBaHusa reHa CFTR
BbisiBNneHo 6onee 2000 myTaumn [5]. BonblIMHCTBO MyTauui sBns-
0TCS1 JOCTaATOYHO PefKMMU, MPaKTUYECKN YHUKanbHbIMK. B pesynb-
Tate MynbTULEHTPOBBLIX UCCIeA0BaHUA, NPOBEAEHHBIX B Nepuon
¢ 1999 no 2000 rr., oxeatmBwux 17 ctpaH LleHTpanbHom n Boc-
ToyHOW EBponebl, 6b1nKn BelAeneHsbl Hanbonee YacTo BCTpevaeMble
myTaumn: AF508 (53,2%) CFTR dele 2,3 (21 kb) (5,5%), N1303K
(2,7%), 2184insA (1,8%), 2143delT (2%), W1282X (1,8%), G542X

(2%), 3849+10kbC—T (1,9%), R334W (0,75), S1196X (0,7%). Ca-
MOW pacnpoCTpaHEHHOW 1 YacTo BCTPeYaeMoWn SiBNSIETCS MyTaumst
AF508 (notepss aMUHOKMCNOTLI heHnnanaHnHa B no3uumm 508),
cocTaBnstowasn 66% scex MB xpomocom, 06¢cnenoBaHHbIX B MUpe,
n 52% — B Poccum [9].

WwmetoTcsa cBedeHus, YTO BblAENeHbl MyTaumm, KoTopble npu-
BOAAT K Tsbkenon cpopme MB, a Tarke obycnosnmatolime 6onee
Msirkoe TedeHune 3abonesaHusi. B 3aB1McMMOCTM OT NepBUYHOrO MNo-
Bpexaatowlero aedekta Bce mytauun reHa CFTR pasgeneHsbl Ha 6
knaccoB. Mexay reHoTvnom MB 1 cocTosiHneM yHKUUM NoaXKeny-
[0YHON Xenesbl CyLecTBYeT cunbHas 3aBucumocTtb. MyTtauum =111
Knacca (Tak HasblBaeMble «TsXKernble» MyTaLum) ConpoBOXAaloTCS
HeAoCTaTOMHOW (hyHKUMEN NOOXKENYO04HOM XKenesbl, B TO BpeMsi
kak npy mytauusax IV n V knacca (Tak HasbiBaeMbIX «fErknux» My-
Taumsx) OYHKUMUSI NOMKENYO0YHON Xenesbl OCTaeTCs JOCTaTO4YHOMN.
Ecnu annens I-11l knacca cnapeH ¢ gpyrum annenem I-1ll knacca,
TO 3TO COMPOBOXAAETCS HEAOCTATOMHOCTBIO PYHKLMM nogkeny-
OOYHON Xenesbl, 0fHaKo Hanu4me ogHoro annens IV unu V knacca
06bIYHO SIBMSIETCSA AOCTATOYHBIM A1 COXPaHEHUs1 PYHKLMU Noa-
XKernygo4yHoM xxenesbl Ha KoMNeHCMpoBaHHOM ypoBHe [10, 11].

B cBoto ouepeab 3T koppensaummn He SBnsSTCS abCoNoTHLIMK,
N HEKOTOpble MyTaLMW MOTYT COMPOBOXAATLCS Kak HegocTaTou-
HOCTbIO (PYHKLMM NOAXKeNyaoyHOM Xenesbl, Tak U CoXpaHeHneM
ee (yHKUMM Ha [OCTATOYHOM ypoBHe. [auuneHTbl, BbisIBNEHHbIE
npu CKPUHNHIOBOM 06GCrefoBaHUN B TeHEHNE HEOHATarbHOrO Mne-
puoga, siensilowmecs Hocutenamm mytauui |-11l knacca Ha o6omx
annensx, Npyu ycTaHOBMEHUW AMarHo3a MOryT UMETb COXPaHHYHo
OYHKLMIO NOAXKENYyA04YHOM Xenesbl, HO B TedeHne nepsbix 1-2 net
XM3HW Y HUX pa3BMBAETCS HeAOCTaTOYHOCTb (OYHKLUM MOMKENy-
[o4HoM xenesbl [12]. XoTa y 6onblUMHCTBA NAUMEHTOB (DYHKLMSA
nomxenyao4HON Xenesbl COXPaHSeTCsl Ha AOCTaTOYHOM YPOBHE Ha
NPOTSXKEHNN MHOTUX AECATUNETUIA, NO3Ke Y HebOoMbLLOro NpoLeHTa
NauMeHTOB C COXPaHEHHON OYHKLMEN NOMKENYA0YHOW Xenesbl No
Mepe B3pOCIIeHUsi Pa3BMBAETCS HEAOCTaTOMHOCTb (DYHKLMM NuLLe-
BapeHusi. PeunamBupyowmn ocTpbin UM XpOHUYECKUIA MaHKpeaTuT
Habntogaetcsa y 20% nauneHToB C COXpaHEHHOW DYHKLMEN NomKe-
JyOO4HOM XKerne3bl, @ HEAOCTAaTOYHOCTb (PYHKLIMM NOAXKENYA0HYHON
Xenesbl MOXET SIBMSATLCSA CNeACTBMEM MOBTOPHbBIX BOCMANMUTENb-
HbIX NoBpexaeHnn napeHxmmsl [13].

HapyLueHne noaxenyaoyHom xenesbl, Mo AaHHbIM Pa3HbIX aB-
TOpOB, pasBuBaeTcs NpuMepHo Y 85-90% B6orbHbIX MyKOBUCLMAO-
30M 1 MPOSIBNSIETCS MaBHbIM 06pa3oM HapyLleHWeM acCumunsi-
LMK >Xnupa n cteatopeen B pasnuyHon ctenenn [14]. Mo gaHHbIM
MeLMKO-reHeTU4eCcKoro HayyHoro ueHtpa PAMH, B aty rpynny
BXoauT okoro 70% 60onbHbIX.

Y ocTtanbHbix 10-15% 6onbHbIX dyHKuma MK oTHocuTenbHO
COXpaHHa, YCBOEHMWE Xupa He HapyleHo. OfHako npu Twatenb-
HOM MCCRefoBaHUM y aTux GomnbHbIX 06HapYXMUBaTCs 3HaYM-
TenbHble OTKMOHEeHUsa dyHKuun MX oT Hopmbl. BeisiBneHo, 4To
y BONbLUMHCTBA NALUEHTOB C KMMHUYECKN COXPaHHOW (OYHKLMEN
MX ypoBeHb nunasbl konebnetca B npegenax HWKHEN rpaHnubl
Unu faxe Hwxe HopMbl. [ns npefoTBpalleHns Manbaurectum
[ocTaToyHO cekpeummn Bcero 1-2% obuien nunasbl U Konvnassl,
Takum obpasom, y 85% AeTen C KNMMHUYECKN BblpaXXeHHOW naH-
KpeaTnyeckon He[oCTaTOMHOCTbIO NOTEPS SK30KPUHHOMN dDYHKLIMK
coctaenset 98-99%. Y 10-15% HoBopoxaeHHbIX 3aboneBaHune
MaHudecTUpyeT pa3BUTUEM MEKOHMANBbHOTO Ureyca B peayrbraTte
BHYTPUYTPOOHOW NaHkpeaTU4ecKon HegocTaToyHOCTU. Bbin onu-
caH cny4an obHapyXeHus aToro coctosHua y 17-18-HegenbHoro
nnoga npwv ynsTpasBykoBOM uccrieqoBaHun. CrylieHne cekpeta
noaxenyao4yHow Xenesbl Noga YacTo NPUBOAUT k 0BCTPyKLUMK ee
NMPOTOKOB eLle A0 poxaeHust pebeHka. BBuay HapyLueHusi TpaHc-
nopTa XnopuaHbIX KaHanoB Bs3kMI 6enkoBbIn cybcTpat ocenaet
Ha CTeHKax BbIBOAHbIX MPOTOKOB, MPOMCXOAMT €ro npeumnuTaums
C pa3BuTEM OBCTPYKLIMM UM 3aKYMOPKM BbIBOAHBLIX MPOTOKOB NoA-
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Xenyao4YHOW xenesbl, CeKpeT He JocTuraet 12-nepCTHOM KuULl-
Ku. HakonneHue akTMBHbIX (DEPMEHTOB NPUBOAUT K AECTPYyKLUUU
1 aTpoduM auMHYCoB NOMKENYAOYHOM Xenesbl. iHoraa yxe K ro-
[0BanoMy Bo3pacTy MOXHO 06HapyXu1Tb 3aMeLLeHNe SK30KPUHHON
yacTtu MK coeanHMTenbHOM 1 XMpoBOW TkaHbio[15]. B nogxe-
NnyaoyHom xenede Habnopaetca atpodmsa n pubpo3 aumHycos,
obpasoBaHune mMunkpokucT [16]. B 6onee ctapliem Bo3pacTte us-3a
hrBPO3HOro NepepoxaeHNss CTPOMbI MOAXKENYA0HHOM Xene3bl
W NpY NOpaxeHUn ocTpoBKoB JlaHrepraHca pa3BuBaeTcsl 3HAO-
KPMHHas He[OCTaTOYHOCTb NOAXENYAOYHON Xenesbl, NPMBOASLLAs
K (hbOPMMPOBAHMIO MHCYNMHO3aBMCMMOrO caxapHoro guabera [1].
OHOOKPUHHasA HepgocTaTodHoCTb XK npuBnekaeTt yyeHbIX NuLb
B nocrnegHue AecATUNETHS], Tak Kak paHblLe OHa cyMTanack AocTa-
TOYHO PeKVUM SIBMEHWEM, B CBSI3W C POCTOM 3HaHUIA O MexaHu3max,
NpoUCXoasiLLMX NPy MyKOBUCLMAO3e, AaHHOE SIBIIEHUe BCTpeyaeTcst
Yalle. HapylueHne TonepaHTHOCTHM K FNoKO3e BCTpeyaeTcs npu-
MepHo Yy 50-75% 6onbHbIX MB, a knuHudeckn caxapHbin anabet
MaHudpecTupyeT y 5-15% [17]

KnuHuyeckumm npuaHakamuy nopaxeHuns Noaxxenyao4Hom xene-
3bl SIBMISIOTCS: MEKOHWANbHBIV UNeyc, cTeaTtopesi, BinageHue npsi-
MOW KULLKW, CUHOPOM AMCTaNbHOW MHTECTUHANbHOM 0BCTpyKLMM
(3KBMBANEHT MEKOHManNbHOro uneyca), naHkpeaTut, guabet [18].

Camble paHHue nposiBneHuss MB nokanuayotcs B KALLEYHOM
TpakTe. MNepBbIM CMMNTOMOM G0MNe3HK YacTo SBMSETCst 0GCTPYKUUSA
KMLLIEYHMKa U3-32 MEKOHWEBOW HEMPOXOAUMOCTU. DTO YacTo Aenaet
HeobXxoaMMbIMU OnepaTBHbIE BMeLLaTeNnbCTBa B HEOHaTanbHOM
nepuoge. MNpn poxaeHun 80% nauneHTOB MMEKT HeJoCTaTou-
HOCTb 3K30KPWHHOW NMOAXENYyA04YHOW Xenesbl, KoTopas SBnseTcs
NPUYMHON CUHAPOMA CHKEHHOTO BCachlBaHWS M HEAOCTATOYHOCTU
nuTaHus. B 6onee cTapliemM Bo3pacTe nepudepnyeckas KuieqHast
HenpoxoAMMOCTb (B YaCTHOCTW, NOAB3OO0LLHOW KULLIKW) CTaHOBUTCS
NPUYNHON B3QYyTMA XmBoTa 1 6onu [19].

Kak npaBuno, xpoHuyeckoe nopaxeHue noaxenyaoqyHon xe-
nesbl conpooxgaetcs rmbenbto Ao 90% napeHXnmMbl Unn ocTpoin
©Gnokagow npotokoBon cuctembl [20]. Mpy ymMeHbLUEHUN Macchl
hYHKLMOHUPYIOLLIEN NapeHXMMbl OTMEYaETCs CHUXKEHUE CeKpeLmn
hepMeHTOB, y4acTBYIOLLMX B NepeBapnBaHum 6enkoB — TPUMNCUHA,
XMMOTPUNCUHA, anacTasbl, kapbokcunenTuaasbl; XUpPoB — nuna-
3bl, KOonunasbl, ocdonunassl A; yrnesogos — amunasbl. Mpuyu-
HOW pa3BuUTMSA Manbabcopbuum B NOAOOHbBIX CriyyYasix CAyXWT He
TOMbKO CHUXXEHME NPOAYKLMWM NaHKpeaTU4eckux hepMeHToB, HO
N HapylweHue BblpaboTkn bukapboHaToB, cMelueHne pH B npo-
cBeTe ABeHaguaTtunepcTHom knwkm (OK) B cTopoHy 6onee HU3knx
3HayYeHui, a TaKke COMyTCTBYIOLLME PACCTPONCTBA MOTOPUKN Ha-
YanbHbIX OTAENOB TOHKOWM KMLIKM no Tuny 6ynbboayoneHocTasa.
MHakTnBaumsa depmeHTOB B Goriee KMCMoW cpeae u HapylleHue
[AOMMKHOTO NepeMeLLnBaHus C NuLLEe yCyrybnsiioT nmetoLmincs ae-
durumT nx npogykumm. NoHmwxkeHne pH B ANK Takke cnocobcteyet
npeLmunuTaLmum XenyHblX KUCMOT, YTO BreyeT 3a coboii paccTpou-
CTBO amynbraumm xupos [21].

Cok nogxenyaovHow xenesbl y 6onbHbix MB xapaktepuayeTcs,
NMOMMMO HU3KOW KOHLIEHTpaummn pepmeHTa, HU3KOM KOHLIeHTpaLum-
en bukapboHata. MNepwuog, B TedeHne kotoporo pH B ABeHagua-
TunepctHon kuwke (ONMK) Haxogutcs Ha ypoBHe Huxke 4,0, npu-
6nuantensHo B 3-4 pasa ANMHHEe TakoBOro Y 340POBLIX NOAeN.
Jlunasa naHkpeaTnyeckow xenesbl HacTUHHO MHAKTUBMPYETCS NpU
pH<5,5; aT0 03Ha4aEeT, YTO HM3Kast PepMeHTaTMBHAs aKTMBHOCTb
B AIMK cHuxaeTtcs ewe B Gonbluen cteneHn. B pesynsrate dep-
MeHTaTMBHasa akTUBHOCTb, Habniogaemas B AlNK 6onblwmHcTBa
nauuenToB ¢ MB nocne npvema nuwu, coctasnset MeHee 5% ot
HOpMarnbHOM BeNn4YuHbI [19].

CuHgpom manbabcopbumm obHapyXuBaeTcsa MpakTUYeCcKn
y Bcex 6onbHbIx MB 1 nposiBnsieTcs yxe B Nepuos HOBOPOXAEH-
HOCTU, HO OCTaeTCsl Ha 3aAHeM NnaHe, Tak kak 6onbluee BHUMaHne
yOensieTcst koppekuum GpoHX0oNerovHbIX NPoLIeCcCoB.
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IMpu aK30KpMHHOM HegocTaTodHoCTH MK BaxkHelLwee 3HavYeHne
MMeET BOCMOMHeHWe AeduumTa nnnasbl — He3aMeHUMOro hepMeH-
Ta, BblpabaTbiBalOLLErocsi NpakTnyeckn ncknountensHo MK [22].
MosTomy npu BbIGOpe (hepMEHTHOrO NpenapaTta Ans Koppekumum
naHKpeaTU4eCcKol HeQOCTaTOMHOCTU Ero aKTUBHOCTbL MPUHSTO OLe-
HWBaTb, Npexae Bcero, B nunasHblx eanHuuax (J1E), yto Hepegko
yKasblBaeTCsi Takke B Ha3BaHWM fiekapcTBEHHOro cpeactaa. [o-
KasaTensiMu Toro, YTo 403a NULEBapUTENbHbIX PepPMEHTOB SBMSI-
eTcs afeKkBaTHOW, cnyaT: npubaBka Beca, Hopmanuaauusi cTyna
(MeHee 3 pa3 B AeHb, HopMarnmv3aumst KOHCUCTEHLMM), yMEHbLUEHNE
B3y TS XKMBOTA.

MepBoOHaYanbHO CYMTarochk, YTO NaHKpeaTUyeckas HegoCcTaTou-
HOCTb SIBNSIETCA €OUHCTBEHHOW NPUYMHON Manbabcopbunm xupa.
OenictButeneHo, y 6onbHbIx MB ¢ HegocTaTouHOW naHkpeaTuye-
CKOW (pyHKLMEN HE OTMEYaETCH BblpaXkeHHOW Manbabcopbumm, Ho,
C OpYrovi CTOPOHbI, NOYTU HUKOTA He YOAETCsl CKOPPEKTUPOBATL
Manbabcopbumio XKupa TONMbKO 3aMeLLEHUEM MaHKpeaTUYeckoro
hepmeHTa. OgHaKko BO3MOXHO, YTO NaHKpeaTuyeckasi HejoCTaTou-
HOCTb FEHETUYECKMN CBA3aHA C KULLEYHOW NaTorornen, Yto 3aTpya-
HSIET OLEHKY 3HAYMMOCTU KaxKaol M3 3TUX CUCTEM ONst pa3BUTUS
HapyLeHusi. TeM He MeHee, eCcTb BCE OCHOBaHMWSI Npearonararb,
YTO KULLEYHbIE (haKTOPbI UFPatoT Porb B pa3BuTnM Manbabcopbuum
npu MB [19].

MopaxkeHne cucTeMbl NULLEBAPEHUS, NMPEXAE BCEro nomxeny-
[OYHOW enesbl, CyLLECTBEHHO BIUSIET Kak Ha COCTOSIHNE BONbHbIX,
TaK 1 Ha Ka4ecTBO MX XM3HU. HapyluaeTcs HopmarbHOe BcachiBa-
HWe HYTPUEHTOB, YTO MPUBOANT K HapyLUEHWIO MeTabornmMama Hesa-
MEHMMbIX XMPHBIX KUCINOT Kracca omera-3 n omera-6 (nMHoneBown,
anbda-NMHONEHOBON, [EKO30reKCcaeHOBOW, IMKO30MNEHTAaeHOBOW,
apaxugoHOBON KUCMOT), AePULMTY MHOMMX XMPOPacTBOPUMBIX
BUTaMUWHOB U ApYrunX HYTpUeHTOB. MaHkpeaTuyeckas HegocTaTou-
HOCTb, AaXe NPW CyLLECTBEHHOM CHUKEHMUMN SK3OKPUHHON dDYHKLIMW,
KIMHWYECKN He MPOSIBNSIETCS, MOCKOSbKY pe3epBHbIN NoTeHUmnan
MOKENYA04HHOM >Kenesbl Ype3Bbl4aiHO BENVK M NMO3BOSSIET KOMMNEH-
cupoBaTb HegocTaTok pepmeHToB BNNoTb A0 90% yTpaTthbl dyHK-
LMoHarnbHbIX Bo3aMoxHocTen [23]. CnenoBaTenbHO, TOMbKO NULb
Ha OCHOBaHWUW KMMHUYECKMX CUMNTOMOB HENb3sl AenaTb BblBOA,
0 HanW4Mu NN OTCYTCTBUMN BHELLHECEKPETOPHOWN HELOCTATOYHOCTM
noykenyaovHON Xenesbl — Ansl 3TOro A0MKHbI ObITb MCMOSb30BaHbI
6ornee HageXHble MHCTPYMEHTarnbHble 1 nabopaTopHble METOAbI.
Heobxognma paHHAst AMarHOCTMKa U3MEHEHUI MOOKeNnyaA0YHON
Xenesbl NP MyKOBUCLMAO03€E AN HAa4Yana CBOEBPEMEHHOrO rie-
YeHUs1, NOBbILEHUS TepaneBTUYecKoro adpekTa u yrnyylleHns
nporHo3a 3aboneBaHus.

[ns onpepenexusi cTeneHun NnopaxeHusi NOMKeNyA04HOM xene-
3bl NPY MYKOBUCLIMA03€ BaXKHOE 3HAYEHNE UMEET YrbTpa3BykoBasi
anarHoctuka. [JononHUTENbHO K CTaHO4apTHOM YrbTpasByKOBOW
AnarHoctnke HeobxogMMo NPOBOAUTbL OLIEHKY KPOBOTOKa Mopj-
XKenygo4YHON »enesbl C NOMOLLbI Aonnneporpadun, YTo B CBOH
ouyepenb AaeT Goree nonHy, KOMMIEKCHYH XapakTepucTuky co-
CTOSIHUSI OpraHa, Nomorasi BbisIBUTb Ha4anbHble NpU3Haku unbposa
[24].

B HacTosiee Bpems Bce Gonee nonynsipHbIM SIBNSIETCS Npo-
BegeHne DA guarHocTukm Ha onpeaeneHune oepmeHTa noaxeny-
O04HOM xene3bl Anactasbl-1. [aHHbIN hepMeHT onpegensercs Kak
B CbIBOPOTKE KPOBU, Tak U B pekanusax. B HacTosiLee Bpems Bce
SonbLuylo NONYyNAPHOCTL NpUOGpeTaeT hekanbHbI anacTasHbIv
TeCT, Tak Kak oH obnagaet 6onee BbICOKON CNeLnUYHOCTbIO, YyB-
CTBUTENBHOCTLIO MO CPaBHEHMIO C PYTUHHLIMK cnocobamu onpeae-
NEHUsSI 3K30KPUHHOWM HEAOCTATOMHOCTU NOMKENYLOYHON XKenesbl
N ABMSIETCA HEMHBA3UBHLIM CNOCOBOM AmMarHocTukn. Mo AaHHbIM
H.N. KanpaHoga (2001), 4yBCTBUTENBHOCTL METOAA AJ151 MOCTaHOB-
Kv AnarHosa mykoBucumuaosa coctasuna 86,6%, a npuv BbIiBNEHUN
naHKpeaTU4Yeckon HEeAOCTaTOYHOCTU Y BOMbHbLIX C MYKOBUCLIMAO-
30M — 93% [25].
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[na Koppekumn 3K30KPUHHOW HEAOCTATOYHOCTM MOAXKENYAoY-
HOW ene3bl peKOMeHAYeTCs NPOBOAUTL NMOCTOSIHHYIO 3aMeCcTu-
TenbHy Tepanuilo epMeHTaTVBHbBIMU NpenapataMmy HOBOrO
nokoneHus. K HUM oTHocuTcs MUKpocdepunyeckne epMeHTbI
¢ pH-4yyBCTBUTENBHOM 060MNOYKON (KPEOH, NaHUMTpaT) [26].

OcHoBHON Hagexaow 6onbHbIX 1 Bpayeln ocTaeTcs reHHas Te-
panus. Ha cerogHAWHWA aeHb cUHTe3upoBaH reH 6enka CFTR
1 NPOBOASTCS aKTUBHbIE MOMbITKM BBECTU 3TOT reH B SNUTENU-
anbHble KneTkn 6poHxoB. MimetoTest AaHHble, 4To gaxe 10% ypo-
BeHb HopmanbHoro CFTR MoxeT o6ecneunTs onanonormyeckyto
yHKUMIo nerkmx. MpoBedeHbl NepBble KMMHUYECKUE UCTbITaHKS
C ucnonb3oBaHnem Bektopa ageHosupyca (CLUA, Kanaga) n nuno-
comamu (AHrnus, ®paHums). KnuHmdeckn aHaummMoro pesynsrarta
noka He nomny4eHo [27].

Takum o6pa3om, nopaxeHue NoXKeNyA0HHON Xenesbl Npu My-
KOBMCLMOO03€e SIBNSIETCS YAaCTbIM U PaHHUM NposiBrieHWeM 3abone-
BaHusl. [lononHuUTenNbHble METOAbI AUAarHOCTUKM NOMKENYA0HHOM
Xenesbl, Takne Kak ynsTpa3ByKoBOE MccriefoBaHWe 1 onpegeneHne
OnacTtasbl-1 B kane HeobxoauMbl ANsi CBOEBPEMeHHOro onpeaerne-
HWSI CTEMEHN NOPaXEeHUs 1 Havana neyYeHusl, NoBbILIEHNS Tepanes-
TUyeckoro acpcpekTa u ynyudiueHusl nporHo3a 3abonesaHusi.
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